+ Jlekuusi

N3MeH4YnBOCTb OpraHU3mMoB



N3MeH4YusoCcmb - 3TO CBOMUCTBO XUBbIX
OpraHM3moB N3MEHATb Kak camy
J:’BCﬂe,EI,CTBeHHyPO MHAPOPMaLIUIO,
rnony4vyeHHylo OT poauTenen, Tak 1 npouecc
peanusaunum 3TON WHPOpMaLUM B XoAde
OHTOreHesa.

Knaccudukaumsa coopm U3aMeHYNBOCTMU:
* heHOoTUNn4YecKas
e OHTOreHeTn4yeckKkas
°* FeHOTUNUNYECKan



deHOomunu4YecKkou Ha3biBaeTCA U3MEH4YN-BOCTb
deHOTUNA B OTBET Ha (paKkTOpbl BHELLHEN cpenbl.

[lo HacnegctBy caMM  U3MEHEHUA - He
nepenarTcsA, HO nepegaroTcH npeaensl
M:eﬁHHMBOCTM, UMM HOpMa peakuumu, KoTopas
3aKoaupoBaHa B reHoTuUne.

Ona  3BONMIOUMOHHOrO  npouecca uMeeT
OonbLIOe 3Ha4YeHue: Kaxxpasa ocobb AaeT CBOW
BKNag B 3BONIOLMIO, KOTOPbIU TeM Oonblue, Yem
MHOrovymncrieHHee NOTOMCTBO; a 3TO 3aBUCUT OT

beHoTMNa — Npu ApKkomMm deHoTUNe p[aThb

NMOTOMCTBO Oonblue LWaHCOB (gaxe ecnu
reHoTUN He OYeHb XOPOLUUMN).




OHmMmozeHemu4yeckasi U3AMEHYUBOCTb —
3TO 3aKOHOMEPHOEe U3MeHeHue reHoTuna
n_deHoTuna B xoae OHToreHesa. (He s

omeem Ha delicmsue chakmopos 8HewHell
cpeokl!).

[Ipumept.l.
 U3meHeHUA beHOTUNA B npoLecce
pocTa. [losgBneHne BTOPUYHbIX NOMOBbLIX
NPU3HaKoB.
* I3meHeHUsa heHOTUNA B XoAe pa3BUTUA
C MeTamMmopdo30M.




 3aKOHOMEPHOE M3MEHEHME reHOoTUNa B XoAe
OHTOreHesa oOOHapy)XeHO HegaBHO. W3BecCTHO
TaKnx NPUMEPOB HEMHOTO. Tak,
MMMYHOIMOOYNNUHbLI Y MbILLEN COCTOAT U3 ABYX
dpakunmn: V  (BapunabenbHasa) wum C
(KOHCTaHTHas)). Y J3MOPMOHOB MbILLUEN
Koaupyrowme UX reHbl pacrnofioXeHbl Ha
AOBOSIbHO OOSfLLWOM pPacCTOSAHUU AOpYyr OT
ppyra:

\'/ C OHK

Y B3pOCnbIX 3TU TreHbl COEeAUHEHbI,

CnuBaloTCA U paboTaroT Kak OAUH:
V+C OHK




'eHOomunu4yeckasi U3MeH4YNBOCTb
oGycnosneHa U3MeHeHneM reHoTuria.
[eHOTUNNYecKaa N3MEeHYUBOCTb
noapas3genseTcHd Ha ABa BUAA.

' N\

KOMOMHATUBHYIO 1 MyTaLUOHHYIO.



KombuHamueHasi obycnoBrieHa nepekomou-
Hauunen UMeroLLerocs reHeTU4YeCKoro marepumana.
B npupoae nmeerca 3 ee UCTOYHUKA:
1)_F He3aeUcCUMOe pacxoXo0eHue XpPOMOCOM 8
Meuo3e (4ucsio KomMbuHauyuu cocmassisiem 2", 20e
N — 4ucJsio XPOMOCOM @8 2allJIoUOHOM Habope; y
yesiogeka n = 23);
2) siesleHUe KpoccuHzoeepa (obmeH 2omosio2uY-
HbIMU y4YacmKamMu Mexdy 20MOJI02UYHbIMU
XpomMocomamu),;
3) cnyvyamHoe KOMOMHMpPOBaHUE XPOMOCOM BO

BpeMA OonjioaoTBOPEHUA.

3mo ripusooum K 02poOMHOMY pa3Hoobpa3uro 2eHomuros u
geHomurios u obycrioernusaem bonbwyro
rpucriocobsisemMocme.



B ocHOBe MymauyuoHHOU W3MEH4YMBOCTU -—
KayeCcTBEeHHas Unu Korn4yectBeHHas
nepecTpoukKa reHeTu4eCcKoro annapara.
Knaccugukauus mymauuu
1. 1o XapakTtepy nposiBrneHus B
reTepo3MroTHOM COCTOSSHUN — OOMUHaHMHbIe
(nposBNAKOTCA B reTepo3UroTHOM COCTOSHUN) U
peueccueHble (NPOSAIBNAKOTCA TOJNIbKO B
rOMO3UroTHOM COCTOSIHUMN).
2. B 3aBUCMMOCTU OT NPUYUHbLI MyTauum -—
CcrioHmMaHHble (6e3 BMAUMbIX MPUYUH, XOTSA Ha
camMom aene NnpU4YnHa €eCTb) n
UHOyyupoOe8aHHbIe.
3. B 3aBUCMMOCTU OT JfIOKanm3auumn B KrieTKe —
si0epHbIe U yumorisia3aMamu4ecKue.




4. o OTHOWEHUD K BO3MOXHOCTU HacrieAoBaHUA —
2eHepamueHblie (B  MNONMIOBON  KreTke) W
comMmamu4yeckue (BO3HMKLUIME B COMaTUYECKOMU
‘I"E‘neCHOﬁ knetke). Comatnyeckme myTtaumm y
BUOOB, Pa3MHOXaKLWMNXCA MNOSIOBbIM CMoOcooom,
NoO HacneacTtBy He nMnepeparwTcA, HO Ans
opraHuama OHMU He ©Oe3pa3nuyHbl (Hanpumep,
poaAMMble NATHA, MNATHA Ha paayxkKe, pakoBas
OnyXornb).

5. PyHKUMOHanNbLHasa ( B 3aBUCUMOCTU OT Ucxopa) —
rnosie3Hble, pedHbIe (B TOM YnCrie fneTanbHble) n
HeumparsibHble (be3pa3siudHbie).

6. No xapakTtepy nameHeHUs reHoma — 2eHHbIe (Ha
YPOBHE reHa) , XpOMOCOMHbIe N 2eHOMHbIE.



reHHble, UJin TOYHKOBbLIE, MYyTaLlUM.

OCHOBE — NU3MEHEeHUA B CTPOEHNUN MOJIEKY bl
K, T.e. nocrneaoBaTesibHOCTU HYKNeoTUAOB

reHa. Bce oHu moryT ObITb OObeANHEHbI B TPpU
rpynnoi.
3aMeHa OAHUX a30TUCTbIX OCHOBaHUM Ha
apyrvme. Hanpumep, npu pOe3amMUHUPOBaHUM
(UMTO3MH npeBpawlaeTca B TUMUH) UNKU TMpU
OWIMOOYHOM  BKMHOYEHUU  HyKneotuaa B
npouecce pennukauumn OHK.



2. CoBUr paMmkm cUYMTbIBaHUS — B pes3ynbTaTte
BbiNageHUsa  WUnu BCTaBKM  KaKoro-to

‘|_|-|y|<neom.qa B CUHTE3NpyeMylo Lienb.

AAA UI'T AAU nonunernmud deH- ana —neun

KodozeHHasi uenb [JHK

AAA AUl TAA deH — umuc — une

3. W3meHeHMe nopsaoka HyKneotTugoB B
npepenax reHa (npu noBopote Ha 180°
yyacTtka uenu [HK).



XPOMOCOMHbIe MyTauuu
00s13aHbl CBOMM NOSABNIEHUEM U3MEHEHUAM
CTPOeHua XpomMmocoM. [lenaTca Ha sHympu- n

l MEeXXXPOMOCOMHbIe.
BHympuxpomMocomMHbie. (A B C D E

a) «0eghuwieHcu» - OTPbIB KOHLLeBOro y4acTka
XPOMOCOMBbI.

| AB C D |

6) desnteyusi — BbiNnageHne BHYTPEHHEro y4yacTKa
XPOMOCOMMbI.

(A B C E |




B)OynuKayusi — yaBoeHue y4yacTka XpOMOCOMBI.

([ AB C D D E |

rYUHeepcusi — NOBOPOT y4aCcTKa XpOMOCOMbI Ha
180°. NHBepcHA MOXeT ObITb
° NepULIEHTPUYECKOU (3axBaTbIBaeT LLleHTpomMepy)

(ABD]JcCc E ]

7
* NapaueHTpuYecKkom (B npepgenax ogHoOro nrieyva).

(A c Bl b E]




MexxpomocoMHbIe abeppauuu

a) mpaHcsIoKayusi — B OCHOBE JIeXUT OTPbIB y4yacTKa
o U XPOMOCOMbI U NpUcCoeaUHEHUEe ero K gpyrou
XpomMmocome. PasHOBMOHOCTU. peuLmnpokHas (B3auMHbIN
obMeH nredamun), pobepTCOHOBCKAss — LEHTPUYECKOoe
pasgeneHne Unm cnuaHne oTaenbHbIX XPOMOCOM.

ABCDE FGH MNOCDEFGH

LTI D  pepumpoxsnan

TPAHCIOKAIINS




MEXXPOMOCOMHbIE ABEPPALIUA

+

N A
PobepTcoHOBCKasi TpaHcnokauums -

LeHTPpun4eckKkoe pasgersieHme uium crimsaHue
OoTAEJIbHbIX XPOMOCOM



6) mpaHcno3uyuss — B OCHOBe nNepemMeLlieHne

HeOONbLKNX Yy4aCTKOB reHeTUYeCKOro matepuarna Kak
peaernax OAHOU XPOMOCOMbI, TaKk U MexAay

XpoMocoMaMu (MOOUIbHbLIE, «NPbIraloLLne» reHbl).

HepemunpokHas

TPAHCAOKALHA
ABCDE FGH(Tpaﬂcnomm ADE FBCGH
.

0 000; ‘
00 00» QQ




[eHOMHbIe MyTaLuu oo6ycnoBneHbl
N3MEHEHUEM Yncia XpOMOCOM.

+ Pasnu4yalot 2 Buaa Takux myTtauun.
1) nonunnoudusi, T.e. YyBeJfiIN4EeHMe YuUcna
XPOMOCOM Ha BeNMMYUHY, KpaTHYHO ransiongHomy
Habopy.

[Tonunnongma LWKWPOKO pacnpocTpaHeHa Y
KYINbTYPHbIX N AMKOPACTYLLUUX pacTEHUMN.
 [lweHuuya umeem 3 suda — ¢ OuUrIOUOHbLIM (2n),
memparnsouoHbIM (4n) u 2ekcanniouoHbiM (6n)
Habopom xpomocom (n=7). [aHHoe serieHue
ucrionib3yemcsi 8 ceriekyuu (y  nosiurniouoHbIX
pacmeHul KpyrnHee eez2emamueHble opaaHbl U
M/100b1).



B >XMBOTHOM MuWpe nonunnonana —
qumqume. BcTpevaetcs OoHa y

MHJoy30pun, y pblO.

Y 4yernoeeka ycmaHoesieHO poxdeHue
mpursioudoe, HoO OHU HEe)XU3HeCNnoCOOHbI
(cywiecmeyrom om HECKOJIbKUX MUHYym
00 HeCKOJIbKUX Yacoes).



2) aHeynyioudusi, npu Komopou Habsrirodaemcsi
yBeJrin4yeHMe Yucria XpoMocoM Ha BESTUYUHY, He
KpaTHY raniaongHomy Habopy.

B cny4yae TpucoMum nmeeTcs oaHa NULLHAS
Xpomocoma (Habop 2n + 1),

° PV MOHOCOMMMU OAHA XPOMOCOMA OTCYTCTBYET
(Habop 2n — 1),

° MPU HYJINCOMUU OTCYTCTBYET LIEJSIUKOM
XpoOMOCOMHas napa (2n — 2).

[eHOMHbIe U XPOMOCOMHbLIE MyTauuu y
yesnioBeka nexart B OCHOBE rpynnol
3aboneBaHUN, Ha3blBaeMbIX XPOMOCOMHbLIMU
cone3HAMMU




XpoMocomHbIe 60/1e3HU Yes108€EKa
OTO [OOBOSIbHO 4YacTas naTonorusl, Tak 4YTO 3HaTb €€
OOMKHbI Bpayn BCexX cneumanbHocTen. Betpevaetca B 1%
C‘XaneB cpedn BCEX HOBOPOXAOEHHbIX, B 7% - cpeau

MEPTBOPOXAEHHbIX N B 42% CaMOMPOU3BONbHbIX
BbIK/UAbILLEWN.

XpoMOCOMHbIe OoOnes3HU AOensATcA Ha 2 rpynnbl:
ayTOCOMHbIe (HapywWweHnsas CO CTOPOHbl ayTOCOM) W
reTepoxpoMoOCOMHble  (HapywWweHuss CO  CTOpPOHbI
NOJSIOBbIX XPOMOCOM).

B 1971 r. Ha MexxayHapoaHOM reHeTU4YeCKOM KOoHrpecce B lNapuxe
Oblna BBeAeHa eAMHasa MexayHapoaHasa uMToreHeTu4yeckas
HoMeHKnaTtypa. CornacHo 3aTon HOMeHKnartype,

KapuoTun HOpManbHOMN XeHWUHbI — 46, XX;
KapuoTun HOpManbHOro My>X4nHbl — 46, XY.



femepoxpoMocoOMHbLIe 60s1e3HU

CuHdpowm Lllepewescko2o-TepHepa

45_—E: MOHOCOMMS NO NMOMNOBO XPOMOCOME)

KpaTkasi xapakTepucTuka deHoTuna

* [lon — XXeHcKnu.

* HactoTta — 7 cny4aes Ha 10000
HOBOPOXOEHHbIX JEBOYEK.

* HN3KMUN POCT, KOPOTKa4A Led, KpblioBUaHagda
CKIagka Ha wee (OT 3aTblfika K
npeanneysto).

* becnnogue (HegopassuTMe ANYHUKOB).

* MIHQbaHTUNKn3M.

YcnyXnuBbl n TpyAonooOuBLI.




CuHOpom Knaticbennbmepa
47. XXY (nezkag cmeneHb) unu 48,
XXXY (msxxenas cmerneHb)

. ﬁb‘l — MY>KCKOMW.

« 20-25 /10000
HOBOPOXOEHHbIX Marib4NKOB.

 Hepopa3BnTne ceMeHHUKOB.

* Y3Kue nrneyun, LWMpoKnun Tas,
€BHYXOUAOHbLIN TUN TENOCHO-
XeHUs (OTNoXeHUe Xupa
MO XXEHCKOMY Tuny).

* YMCTBEHHasa OTCTanocCTb.



CuHOpom nnonucomuu no X-
Xpomocome
47, XXX u 48, XXXX
11 — XXEHCKUN.

* 14 / 10000 HOBOPOXXOEHHbIX
OEBOYEK.

* QeHOoTNN — pasHOobpasHbLIN.
 MoryT naxe goaBsaTb
NOTOMCTBO.

e [laTonormn4vyeckme Npn3Haky Tem
BblpaXkeHHee, YeM bonbLue
4YMCIO X-XPOMOCOM.




CuHdpom dobaso4yHol Y-xpomocombl 47, XYY

* [lon — Mmy>XCKOW.

* 10/10000 HoBOpOXAEHHbIX MaNb4YNKOB.

o  ®eHoTUN — pasnnU4HbIN, MOXET ObITb N HOPMAaSIbHbIM.

r’*Bnepsue 9TOT CUMHAOPOM Obll  OOHapyXeH vV
3aKMNO4YEeHHbIX B AHMMMU. B CBA3M C YEeM BO3HMKIA
rmnote3a: MPecTyrnHOCTb — SBfeHne Bumonornyeckoe.
OgHako ¢ ToW e 4YacToTouM OH obHapyXumBaeTcsa U y
cBOOOAHbLIX rpaxkgaH. OpgHako Bce XKe  4acThbl
arpecCcuBHOCTb, pa3dpaXUTENbHOCTb, HeaaekBaTHOEe
noBeJeHNne — XapakTepHble 4YepTbl MCMxonaTny4ecKkon
FIN4HOCTW.

Kapuotun 48, XYYY

R R R

WK DY DA AKX AR 8K

NO AR NO XR RA XA

XX RX A~ Aan Aﬁhx




AymocoMHbIe 60s1e3HU
CuHOpom dayHa 47, XY + 21 unu 47, XX + 21
(mpucomusi rno 21-ou nape XxpomMocom)

*C NONoMm He CBSA3aH.
1 000 HoBOpOXOEHHBIX 0OOMNX MOMOB.

*YKOPOYEHHbIE KOHEYHOCTN, MareHbKasa rosfioea,
NS0CKOE NnLO, LUMPOoKas nepeHocunua, MOHrononaHbIn
pa3pes rnas, 0onbLWOon A3bIK (MO3TOMY POT NPUOTKPLIT).

*AHOManNnUM CTPOEHNSI BHYTPEHHMNX OPraHoB.

*Pe3ko BblpaXkeHHasi yMCTBEHHAA OTCTaNnoCTb.

«>KEHLNHbI MHOraa MOryT UMETb AETEN, MYXXUYMUHbI —
HUKOraa.

* 31% 6ornbHLIX yMUpaeT go 1 roga, NpuyemM ot 0ObIYHbIX
NPOCTYAHbIX 3aboneBaHnn, Tak Kak CHUXXEH MMMYHUTET. HEAOJSIO.

* lHoraoa obycnoBreH He TPUCOMUEN, @ mpaHciokauueu
(peuuripokHol) mexoy 13 — 15 u 21 xpomocomamu; 8 3Mom
c/lydae XpomocoMm 46.




CuHOpom 30eapdca 47, XX + 18 unu 47, XY + 18
(mpucomus no 18-ou nape xpomMocom)
» 2/ 10000HOBOpPOXKOEHHBIX 0DOEro nona.

« MIHOXXeCTBEHHbIE ypoaCcTBa (HU3KU noo,
LLIMPOKMI 3aTbINOK, HeAopa3BUTasA HUXKHSAS
YEnHCTb, a TaKKe N BHYTPEHHNE OpraHbl).

«>KMBYT HEOOMNIO, YacTo A0 TPEX MECSLIEB.




CuHOpom 30s

e

¥

CunpakTunus, crmbatenbHas gedgopmauyms
nanbueB PyK



CuHOpom lNMamay 47, XY +13 unu 47, XX + 13
(mpucomusi rno 13-ou nape xpomocom)
* 1 /10000 HoBOpOXaOeHHbIX 06OEro nona.

. P{}GLLI,GJ'IVIHbI MSITKOro 1 TBepaoro Heba, HegopasBuUTUue

rnas, HenpaBuUnbHO CAOOPMMUPOBAHHbIE YLLIN.

« )XuByT 00 roga.




MukpodTanbm

CuHOpom lNamay 47, + 13
(mpucomus rno 13-ou nape
XPOMOCOM)



CuHdpom JlexxbeHa 46, XX, 5p- unu 46, XY, 5p-
(Oerneuus Kopomkoe2o naedya (p ) 5-od xpomocombi)
[lpyroe Ha3BaHne — « CUHOPOM KoWwa4ybe20 NnucKa»
BCreaCTBME HapyLUEHUSI CTPOEHUSI FOPTaHW.

. Jltuoo6pa3Hoe nnuo.
* ArpeCCUBHOCTb.
» Tshkenasa oopma cnaboymms.

» )XuByT Hepgonro.
 [1aHHbIX MO YacToTe HeT, TaK Kak onucaH HegaBHO.




lpu4yuHbl U Yacmoma Mmymauyuu

e CloOHMaHHbIe MyTauunm BO3HUKAKT 0e3 BUAOAUMbIX
nptmm-l. Bce cBouctBa M npu3Hakm opraHnama
noaBepXeHbl CIOHTAHHbIM MyTaLUAM.

Yactota wmMyTauuMmMm B npupoae onpeaensietcs
OTHOLUEHMEeM 4YMcCria raMmeT, HeCyLMX AaHHY MyTaLuuio, K
oowemMy 4yucny rametr  (AAaHHOro  MNOKOJIeHUS).
CnoHTaHHble MyTauum coctasnsitoT 10°-107 (1 rameTra u3
100 Tbica4y — 10 mnH). Y pposodhun 25% ramer HecyT
M3MEHEeHHbIe reHbl (T.e. Kaxaas YeTBepTasa rameTa).

MyTauum mMoryT matm M B NpPsiMOM, U B OOpaTHOM
nopsigke (1.e., U peueccuBHble reHbl — B JOMUHaHTHbIE,
N JOMUHAHTHbIE — B peLeCCUBHbIE).



I'lpuqum:l CNMOHTAHHbLIX MyTauMVI YCINMOBHO AEJIATCAHA
Ha 2 rpynnbl — HEeWHUe N 8HYyMPEeHHUe.

°ﬂﬁemHMe CBfsi3aHbl C eCTeCTBeHHbIM paAunaLUOHHBLIM
bOHOM: KOCMMYECKMMWU U3NYHYEeHUsIMW, paguaunen
3NeMeHTOB 3eMHOMN KOpbl, paanakTMBHbIMKU U30TOMaMM,
NOCTYNaKLWMMN B OPraHU3M C NuLLen.

e BHyTpeHHne oOycrnoBneHbl reHOoTUNoM. Y KULUEeYHOW
nariodkKu eCTb reHbI-MyTaToOpbl, Hanuuyme KOTOPbIX
yBernMymBaeT 4Yactoty myTtauumm apyrmx reHos B 2000
pa3. Y HeKoTopbIX JWHUMN Apo3odunbl 4YacrtoTa
netanbHbIX MyTauum B X-xpomocome, coctaBnsiet 1%.




NHOyuupoeaHHbIe MyTauuun BO3HMUKaIOT B
pe3ynesrate uerieHanpaBneHHOro AeucTBus
Kakoro-to dakrtopa. HaacoH un ®dununnos
(1925 r.) BnepBble Nonyvynnu ux y ApoxxkeBbIX
KIMETOK C MOMOLLbK PEHTreHOBCKUX Jy4ewu.
Mennep (1927 r) BbI3Ban MyTaumMm y
Apo3odunobl.

dPaKTopbl, Bbi3biBawoLyue MyTaLum,
Ha3bIBaKTCA Myma2eHHbIMU, OHN BEeNnATCA Ha
3 rpynnbi: dousnyeckue, XUMU4yeckKue,

ounonorunyeckue.



du3uvdeckue MymaceHhbl
UoHusupyrowme N3ny4vyeHus —
JEHTreHOche, anbda, O6eta, ramma wu
NOTOK HEUTPOHOB.
lNloag ApeucTtBMeM UWOHU3UpPYIOLLEro
N3Ny4YeHUs B KreTKax oOpa3yrTCs UOHDLI

H*, OH’, akTmBHO BcTynawuwme B
XUMUYeckKue peakuuu, KOoTopble
npuBoOAT K HapyweHuro ctpoeHnsa OHK un
BO3HUKHOBEHUID MyTaLUMN.




TemnepaTtypa.
B onbiTax Ha Apo3odunax

o6HapyXeHo, 4yTo NoBbILLEHNE
TemnepaTtypbl OKpy>XaroLieun cpenbl
NnPUBOANT K YBEJINYEeHUK  Y4acToThbl
MyTaLUMN. Yy KYpUnbLUKOB yacTto
BO3HUKaeT paK HNXXHEU ryobil.
Ynbetpaduoner.

Bbi3biBaeT nosiBfIeHNUEe ONyXxorien KOXMU,
CNOCOOCTBYET O35I0Ka4YeCcTBIIEHUIO AOOpO-
KayeCTBEeHHbIX OMNMyXoneu.



Xumunyeckue dbaktTopbl

BewecTB, Bbi3blBalOWMUX MyTauun, o4eHb MHOro —
ngngKM N COTHU TbICAM.
Hanpumep:

* KOJIXUUUH - MUTOTUYECKUMN A4 — pa3pyLuaeT BepeTeHo U
OoCTaHaBnMBaeT AerieHMe Ha meTtadase;

e gpopmasibOe2ud n ero nponssoaHoe — popmMasiuH ;

* frecmuyuodsi, 2epbuyuosi ;

* KOQDEUH ;

e MHOIMe JieKapCTBeHHble npenapatbl (omeyecmeeHHbIU
acrupuH, cynbgaHuamuosbl) ;

e pomopeakmuenl ;

* KOHCepeaHMbI ;

* paKkemHoe mornJiueo.



buonornyeckue dakTopbl

 Bupychbl

. )|d[M-Bble BaKUUWHbI

* TOKCUHbI rPNOOB U Napa3nToB

e Bo3pacTt (4em Oorblle, TEM Bbillle BEPOATHOCTb
BO3HMKHOBEHUA HaCMeOCTBEHHbIX 3aborieBaHun,-
Tak, cuHgpom [ayHa B 14 pas 4yalle BO3HUKAaET Y
OeTeun ot matepeun, poxaroLmx rnocrne 40 ner).

e HapyweHue (pyHKUMU KaKoro-to opraHa ( Tak,

paKk MOJIOYHOM Kene3bl Yalle BO3HUKaeT Y
HepoXaBLUNX KEHLLWH)



Bo3HuKLWwan MyTauus dbeHOTUNNYECKHN
nposaBnsaeTca He Bcerpa. B npupoae cyuwecrsyeTr
OLHas cuctemMa aHTUMYyTaLMOHHbIX bapbepoB Ha
OJIEKY/IAPHOM, CY6K/IeTOYHOM, KJ/IEeTOYHOM
M OpraHN3MeHHOM YPOBHSIX.
PaccMoTpuMm 60nee noapobHO MoseKyIsIpHO-
reHeTU4ecKu ypoBEHb.
1. Bo-nepBblX, 3TO HanuuMe pABYX HUTEU
monekynbl AHK: n3MeHeHnss BO3HWKAT B OAHOM
HUTKU, NO BTOPOW BOCCTAHABMBAETCSA HOpPMasnbHas

cTpykTypa AHK.



[pouecc BOCCTAHOB/IEHUS MOBPEXAEHHOM
MONEKyNbl Ha3biBaeTcs penapaymerd [OHK; oHa
ﬁbﬂaaeT HECKOJIbKNX BU/OB:

A. [lopennkaTuBHas:
A.l1. cBeToBas n
A.2. TeMHOoBas;
b. lNocnepervinkatmBHas,
B. SOS-penapauus.



A.1. CBeTOBasa gopeniMKaTUBHaA penapauus — 3710
YCTPAHEHME MOBPEXAEHUW, BO3HUKLLUMX MOA AENCTBUEM
YO®. T[lpoTekaeT TONbLKO Ha cBeTy. Y® BbI3blBaeT
o@'ﬁswame B JHK anmepos:
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BO3HMKAeT [OMNONHUTENbHAs CBSI3b  MexAay

HyKNeoTMaamMm OAHOW LEenn W pas3pblB  Mexay
HyK1eoTnaamMn pasHbixX Lenen. Moa AeNcTBUEM KBAHTOB
BUAMMOIO CBeTa B KieTke obpasyerca depMeHT
aAesokcupunboTnanupmMmunanHdgoTonmnasa, KoTopbin
BOCCT@HaBNMBAET HAPYLUEHHbIE CBSI3W.



A.2. TeMHoOBa#s aopensimkatTuBHas penapaums
npoMcxoamtT M Ha cBety, M 6e3 cBera. CnocobHa
YCTPAHATb  MOBPEXAEHUS, BbI3BaHHble  NO6bIM  BUAOM
MyTareHa. YC/I0BHO B HEW BblAENSOT 5 da3:

e y3HaBaH/e NOBpPeXAeHHOro y4yacTKa;

e Haape3aHue (HaacekaeTcsd MEePMEHTOM);

® Bbipe3aHue NOoBpPeXAEeHHOro y4acTKa;

® CMHTe3 (HOBOM Lenn);

® CLUMBaHMeE BHOBb CMHTE3MPOBAHHOIO Y4acTKa C

KOHLaMK HenoBpexxaeHHon [JHK.



Y yenoBeka eCTb

peueccuBHas MyTauus,

B OCHOBE KOTOpPOM
HEeCrnocoOHOCTb KIeTOK
. YCTpPaHATb TUMMHOBbIE
AnMepbl, oOpa3oBaHHbIe nNoA

aeunctemem YO.

OHa nposaBnsaeTca Kak

NMUrMeHTHas Kcepoaepma.




b. lNocnepennMkaTuBHas penapaums HabnonaeTca B
CUHTETUYECKMM nepunoa nHTepdasbl. Bo BpeMs pennmkauum
A’zIK YYaCTKM C AUMEPAMU HEe PENIUUUPYIOTCH, MO3TOMY
BHOBb CMHTE3MPOBAHHAsA HUTb COAEPXUT bpeLun. [ToTOM OHU
3aMO/HAIOTCS  NyTeM  PEKOMOMHAHTHOrO  CUHTE3a C
HenoBpexaeHHon Mmonekynon JHK.

B. SOS-penapauma npoucxoant, ecnn monekyna AHK
CU/IbHO pa3pylleHa. Toraa HUTb CTPOUTCS U3  MepBbIX
NOMaBLUMXCA HYKNeOoTMAO0B, NPU 3TOM WUCXOAHAs1 CTPYKTYpa
[JHK He BOocCTaHaB/IMBaETCH.



EcrecTBeHHbie aHTUMYTaLMOHHbIE bapbepbl

2. CxoaCcTBO aMUHOKMUCOT NO (PYHKLIMOHASIbHOMY
€UCTBUIO: KOO W3MEHUNCA — MOosiBUNacb HOBas
fMMHOKMCﬂOTa — HO OYHKUMS 6esika He U3MeHuach.
3. BbipOXXAEeHHOCTb reHeTM4YecKoro Kopaa
(TpunnetoB 64, aMMHOKNCIOT 20) — OAHON N TOU XKe
aMMHOKWNCOTE COOTBETCTBYEeT A0 6 TPUNIETOB,
NO3TOMY MOXET 06pa3oBaTbCS TPUMIET-CUHOHUM.

4. [Ay6bnupoBaHue reHoB. CylLIeCTBYIOT reHbl
YHUKaNbHblE, HEMNOBTOPUMbIE, TEHbl CO CpeaHEN
4YaCTOTOM MOBTOPOB W TEHbl C BbICOKOM YaCTOTOM
nosTopos (Ao 10 000).



4. NMapHOCTb XPOMOCOM B AnnnonaHoM Habope,
NO3TOMY peLeccuBHble MyTaLun He

"—l'l POAB/IAIOTCA.

5. OT60p npoucxoauMT Ha BCeX YPOBHSAX:
MONEeKyn,  KNeToK, opraHuama  (rnbenb
3MbpunoHa, MepTBOpOXAeHue, rmbenb B paHHEM
netcree, 6ecnnogue); BCe 3TO  3alUMUTa
nonynsumMm OT BblIpOXAeHus. bnarogaps 3ToMy
BUAbl CYLLECTBYIOT A/INTENbHOE BPEMS.



